Pyramidal signs in a Caucasian patient with spinal muscular atrophy: a case report.
Spinal muscular atrophy (SMA), an autosomal recessive disease, is characterized by the selective loss of spinal motor neurons due to reduced levels of the survival motor neuron (SMN) protein. The clinical symptoms of SMA are progressive proximal muscle weakness and paralysis. Here we describe a 20-year-old Turkmenistan male with SMA who presented with uncommon pathological reflexes and asymmetric onset of weakness. The diagnosis after genetic analysis revealed a homozygous deletion of SMN1 exons seven and eight. The copies of SMN2 exon seven were normal. Although pyramidal signs are not a common symptom of SMA, they could not be used to exclude the diagnosis of SMA in a patient with neuromuscular degenerative symptoms. Therefore, an additional attention is warranted to SMA patients with pathological reflexes.